[Genotype-phenotype correlation in a sample of Mexican patients with cystic fibrosis].
Cystic fibrosis is a lethal autosomal recessive disease, commonly seen in Caucasian population. The World Health Organization (WHO) estimated that in Mexico, the incidence is approximately 1 per 8,500 live births. Defects in CFTR (cystic fibrosis transmembrane conductance regulator) protein are responsible for alterations in the transport of chloride in the apical membrane of exocrine epithelial cells. This results to a lot of variability in the clinical manifestations, which range from a very serious disease that compromises the life of the patient, to only primary infertility due to absence of CBAVD. The study of the CFTR gene, responsible for this entity, has led to understand the correlation between the molecular defects in this gene and the clinical expression of the patients. Most reports show that only pancreatic function in CF patients directly correlated with genotype and not with other clinical features such as lung disease. In this work we analyzed the genotype-phenotype correlation in a cohort of Mexican patients with CF. We included 230 patients with CF, stratified based on the genotype and pancreatic disease. Both ratings were correlated with clinical parameters as in sweat chloride levels, lung disease, pancreatic insufficiency or sufficiency (IP and SP) and colonization by Pseudomonas aeruginosa (P. aeruginosa). Our data suggest a strong correlation between the severity of mutations and pancreatic function. Related to this, significant differences were observed in sweat chloride levels, lung disease, colonization by P. aeruginosa, and the age of onset of symptoms, and diagnosis among patients with IP and SP (p < 0.001). The close correlation between IP, both with mutations that eliminate the function of CFTR gene, as with the presence of more serious clinical picture, suggests that IP could be used as an indicator of the severity of CF patients especially in those without characterized mutations yet.